























Proband 1A 1B 2A 3A 4A 5A 6A 7A 8A 8B 8C 9A 10A 11A
Sex M M M M M M M M M M M M M M
Age 15 13 5 6 9 3 11 9 4 1 3 16 8
Postnatal	Growth	Retardation;	HP:0008897 + + + + + + + + + + +
Delayed	Gross	Motor	Development;	HP:0002194 + + + + + + + + + + + + + +
Delayed	Speech	and	Language	Development;	HP:0000750 + + + + + + + + + + + + +
Oral-pharyngeal	Dysphagia;	HP:0200136 + + + + + + + + +
Prominent	Supraorbital	Ridges;	HP:0000336 + + + + + + + + + +
Downslanted	Palpebral	Fissures;	HP:0000494 + + + + + + + + + +
Sagging	Cheeks;	 + + + + + + + + +
Long	Philtrum;	HP:0000343 + + + + + + + + + + +
Low-set	Ears;	HP:0000369 + + + + + + + + + + + +
Protruding	Ear;	HP:0000411 + + + + + + + + + +
Long	Face;	HP:0000276 + + + + + + + + + + +
High	palate;	HP:0000218 + + + + + + + + +
Pointed	Chin;	HP:0000307 + + + + + + + + + + +
Anteverted	nares;	HP:0000463 + + + + + + + + + +
Hearing	Impairment;	HP:0000365 + + + + + + + +
Chromic	Otitis	Media;	HP:0000389 + + + + + + + + +
Strabismus;	HP:0000486 + + + + + + + + +
Microcephaly;	HP:0000252 + + + + + + + + + +
Hypoplasia	of	the	Corpus	Callosum;	HP:0002079 + + + + + + + + + +
Generalized	hypotonia;	HP:0001290 + + + + + + + + + + + +
Unusual	Gluteal	Crease	with	Sacral	Caudal	Remnant/	
Sacral	dimple	(abnormal	sacral	segmentation	HP:0008468)	
(prominent	protruding	coccyx	HP:0008472) + + + + + + + + + + +
Joint	Hypermobility;	HP:0001382 + + + + + + + +
Autistic	Behaviors;	HP:0000729 + + + + + + + + + +









































Current Former Collaborators Funding
Max	Doerfel Jason	O’Rawe Scott	Lyons Stanley	Institute
Yiyang Wu																 Laura	Jimenez Keith	Rivera CdLS Foundation
Han	Fang																		 Janet	Malcolmson Darryl	Pappin Omicia
Jonathan	Crain	 Margaret	Yoon	 Leyi Li	(transgenics) Seven	Bridges
Alexandra	Solowinska Robert	Kleyner Denise	Cahn	(Histology) XDP	Foundation
Ahmed	Ismali
Alison	Sebold
Taylor	Marmorale
Jake	Weiser
Syndi Barish
Prashant	Kota	
our	study	families	and	many	others
